Structural aberration of the X chromosome in a patient with gonadal dysgenesis: an approach to karyotype-phenotype correlation SUMMARY An 18-year-old female with some stigmata of pure gonadal dysgenesis had a chromosome constitution of 46,X,dir dup(X) (pter->q27: :q21-*qter). The abnormal chromosome was always late replicating. The clinical and cytogenetic picture is compared with that of patients with X ;X translocation and some problems of karyotype-phenotype correlation are discussed.
The karyotype-phenotype correlation in patients with an X chromosome rearrangement is a very complex problem deserving special attention, because of the inactivation mechanism of that chromosome.
When only one X (ring, isochromosome, or by deletion) is involved in the rearrangement, or when it is involved in an X;X translocation, the abnormal chromosome is preferentially late replicating and the normal X is active in the somatic cell.' However, the patients present several malformations and gon-R-pi FI __rnndsd iw of th 1ye rodptet Received for publication 4 July 1980 Case reports adal dysgenesis is frequently associated with other signs of Turner syndrome. We report a patient with duplication of a segment of a long arm of an X, possibly resulting from an X;X translocation. Mechanisms for explaining the gonadal dysgenesis found in X;X translocation carriers are also discussed.
Case report
The patient, an 18-year-old female, was the third in a sibship of 10. Her mother was 20 and her father 30 years old when she was born and the pregnancy and labour were normal. She had a height of 167 banding (fig 3) the karyotype of the patient was 46,X,dir dup(X)(pter-*q27: :q21-*qter).
The resolution of G banding was not good enough to decide whether the new large dark band in the translocation chromosome was formed by part of Xq21 only or whether it was formed by a segment of Xq27 plus a segment of Xq21.
In all 32 cells studied after BrdU incorporation the abnormal X showed late replication (fig 4) . The patient's parents had normal karyotypes. 
